



















S1. An approach to therapy for retinitis pigmentosa: 
siRNA-mediated suppression of IMDPH1




Inosine  monophosphate  dehydrogenase  I  (IMPDH1) 
has been identified as the gene responsible for the RP10 
form of autosomal dominant retinitis pigmentosa (adRP). 
Mutations  within  the  IMPDH1  coding  region  have  been 
associated  with  significant  conformational  changes  in 
protein structure, resulting in the formation of aggregates 
with concomitant depletion of GTP. In contrast, IMPDH1-
/-  mice  have  shown  a  slower  and  milder  form  of  retinal 
degeneration than that observed in human RP10 patients. 















S2. Novel Retinal Expression of Beaded Filament 



















6303bp  mutation  in  Bfsp2.  Novel  retinal  expression  of 








S3. Hypoxia-inducible suicide gene therapy strategy for 
prostate cancer.
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Exploiting  tumour  hypoxia  represents  a  novel  gene 
therapy  approach  for  cancer.  We  have  cloned  hypoxia 








(DU145,  22Rv1)  and  exposed  to  oxygen  concentrations 
of  0.5%  (pO2<2mmHg).  Western  blot  analysis  indicated 
detectable  CD  at  16h  with  a  peak  at  48  hours  hypoxic 
exposure as well as 24h after a 3h-hypoxic exposure. No 
expression  was  observed  in  aerobic  cells,  confirming  the 
specificity  of  the  approach.  Transfected  cells  exposed  to 
hypoxia for a 48h period showed a decrease in cell number 
and associated cell death following a 5 days aerobic 5-FC 
treatment  at  the  clinically  relevant  dose  of  1mM,  when 






S4. Association of the IL18 gene with celiac disease in 
the Irish population
K  Brophy1,  A  Ryan1,  C  O’Morain1,  N  Kennedy2,  R 













tagging  approach  based  on  previously  defined  haplotypes 
consisting  of  27  SNPs  as  characterised  in  a  European 
population.  SNPs  were  also  chosen  based  on  potential 
effects on protein structure or expression. Haplotypes were 
constructed computationally and compared between groups.
Three  SNPs  in  IL18  (IL18_S2-137_rs187238,  IL18_S3_
rs5744241 and IL18_S4-607rs1946518) showed a significant 
association with disease either at allele frequency, genotype 
frequency  or  carrier  status  level  prior  to  correction  for 
multiple testing. IL18-137 was significantly associated with 
disease  at  the  genotype  level  (p=0.0380).  IL18_S3  was 
significantly associated with disease when allele frequencies 











































S6. Update on the complex CF mutation spectrum in the 
Republic of Ireland  



















screening.    Small  gene  alterations  were  screened  for  by 
DGGE and dHPLC and confirmed by sequencing. QMPSF 












S7. The MTHFR 1298CC and 677TT genotypes have 





1  School  of  Biochemistry  and  Immunology,  Trinity  College  Dublin, 
Ireland; 
2  Division of Epidemiology, Statistics and Prevention Research, National 























polymorphism  all  of  whom  were  677CC  (wildtype) 
homozygotes.  We studied 508 subjects, determined their 
genotypes at MTHFR positions 677 and 1298 and measured 














S8. Examining Extracellular Domains Identifies New 

























development  and  metabolism  that  have  robust  statistical 
support  for  positive  selection  and  discuss  the  potential 
selective forces that may be driving adaptive evolution in 
them.  








directional  natural  selection  may  be  inferred. This  effect 
may  be  mimicked  in  disease  population  samples,  where 
risk  associated  alleles  may  be  over-represented.  In  order 







populations  of  affected  individuals.  Furthermore,  there  is 
some indication that the test may be sensitive to parent of ©  The Ulster Medical Society, 2007.
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identification  of  genes  through  admixture  mapping  and 


















P1.  Towards Tissue Specific RNA interference – A Study 
of Novel RNAi Delivery Vectors Designed to Achieve 































P2. Mutation analysis of KCNQ1, KCNH2, KCNE1 and 
SCN1B genes in genome of patients with LQT syndrome
A  Bittnerová1,  J  Kadlecová1,  T  Novotný2,  R  Gaillyová1, 




























analysis  was  performed  using  methods  multiplex-PCR, 
multiplex-SSCP (single strand conformation polymorphism) 
as  the  screen  method,  and  automated  sequencing.    This 
work was supported by grants IGA MZ ČR NA 7424-3 and 
NR/8063-3.

















































P4. Comparing Y chromosome haplogroup frequencies 































We  report  monozygotic  twin  boys  of  a  spontaneously 
conceived triplet pregnancy with facio-audio-symphalangism 
(FAS)  syndrome.  Their  non-identical  triplet  brother  is 
unaffected.  In  addition,  to  the  typical  dysmorphic  facial 
features of FAS they also had hypermetropia and conductive 
deafness due to congenital stapes ankylosis. 
In  1994  Lynch  et  al  reported  monozygotic  twin  boys  of 
a  spontaneously  conceived  triplet  pregnancy  with  caudal 
appendage, short terminal phalanges, conductive deafness, 
cryptorchidism and mental retardation1. These boys had the 











There  is  embryological  evidence  for  this.  In  1903,  Hans 
Spemann  divided  a  cleaving  amphibian  embryo  into  two 
halves.  The  dorsal  half  developed  into  a  perfectly  well-
proportioned half-sized embryo containing both dorsal and 
ventral tissues. The ventral half developed into a “bauchstuck” 
(belly  piece).  It  is  now  known  that  the  dorsal  centre  or 
Spemann organizer is a source of secreted BMP antagonists 





















P6. Exploration Of Information Seeking Processes And 
Behaviours By The Parents Of Newly Referred Patients 
To The Northern Ireland Regional Genetics Service.
Janice Kee
Regional  Cancer  Genetics  Service,  Belfast  City  Hospital,  Belfast  BT9 
7AB
The main aim of this study was to explore the information 
seeking  behaviours  of  the  parents  of  patients  who  were 
referred to the Northern Ireland Regional Genetics Services. 
This  exploratory  study  analysed  themes  relating  to  the 
resources parents use for information and the motivations for 
information seeking. The analysis revealed that healthcare 
professionals  are  the  primary  source  of  information  and 




information  and  the  motivation  for  seeking  information 





aware  of  patient’s  expectations  and  address  information 












test  for  cystic  fibrosis  (CF).  Borderline  STs  (i.e.  40-60 























P8.  Association of Methylenetetrahydrofolate reductase 
(MTHFR) polymorphism and the risk of Squamous Cell 













































PWACR  negative;  4  probands  had  cytogenetic  analysis 












we  conclude  that  involvement  of  the  PWACR  region  is 
responsible for phenotype of dic (15) syndrome.















with  the  characteristic  haemophagocytosis,  but  with  very 
different clinical presentations.  The first case is a 51 year 






P11. A third case of a t(1;21) translocation involving 























P12. Northern Irish pedigrees with familial 
phaechromocytoma / paraganglioma syndrome, 
demonstrate clinical heterogeneity and variable 










endocrine  neoplasia  type  2  and  the  recently  described 
familial  phaeochromocytoma  paraganglioma  syndrome.   
This rare condition is caused by mutations in genes encoding 





Previous  reports  of  SDHD  founder  mutations  have  not 
involved UK populations.  We now present data involving 





and  30-87  years  in  non  penetrant  heterozygotes.  This  is 




P13.  Two patients with different deletions of 1q and a 
similar phenotype.
Simon McCullough, Fiona Stewart, Alex Magee. 
Regional  Genetics  Service,  Belfast  City  Hospital  Trust,  Lisburn  Road, 
Belfast. BT9 7AB
We present two cases with deletions of chromosome 1q44. 
Case  1  was  referred  for  genetic  assessment  at  age  17m, 














identified  46,XY,del(1)(q43q44).  MLPA  and  subtelomere 
FISH confirmed an interstitial deletion. 
1q  deletions  are  rare  but  have  a  recognised  phenotype. ©  The Ulster Medical Society, 2007.
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Subtelomeric “pure” terminal deletions are extremely rare 
as  these  are  usually  complicated  by  partial  trisomy  for 
another chromosome. Our subtelomeric deletion is the 4th 
reported  pure  terminal  deletion  of  1q.  These  cases  also 
illustrate the value of repeat chromosome analysis in cases 
of developmental delay and dysmorphism. 
P14. Validation of a Luminex-Based Multiplex Assay for 
25 Cystic Fibrosis Mutations
T McDevitt, C King,  DE Barton. 
National  Centre  for  Medical  Genetics,  Our  Lady’s  Children’s  Hospital, 
Dublin, Ireland
New technologies for multiplex testing for single-nucleotide 
polymorphisms  are  finding  applications  in  the  diagnosis 






















was  7  (1.5%).  No  samples  were  genotyped  incorrectly, 
indicating that the Signature CF 2.0 ASR is a sensitive and 
robust assay for CF diagnostics.         
P15. Lujan syndrome: report of a possible case and 























P16. The angiotensin II type 2-receptor -1332G/A gene 
polymorphism and coronary artery disease in Ireland
Weihua Meng1, Chris C Patterson2, Christine Belton1, Shafie 
Kamaruddin3,  Paul  G  Horan3,  Mark  S  Spence3,  Paul  G 
McGlinchey3, Pascal P McKeown1,3. 
1  Department of Medicine and 




Introduction.  Coronary  heart  disease  (CHD)  remains  a 
leading cause of death worldwide. It is a complex disease 




in the UK (Alfakih et al, Eur Heart J, 2005). We, therefore, 
undertook  a  similar  approach  to  identify  if  there  was  an 
association between this polymorphism and premature CHD 
using an Irish family-based DNA resource. 
Methods. A  total  of  1494  individuals  from  580  families 











association  between  the  X-linked  angiotensin  II  type  2-
receptor gene polymorphism (-1332G/A) and premature CHD 
in this Irish family-based study. 
P17. Identification of tandem repeat variations using 
whole-genome shotgun sequences
Colm Ó’Dúshláine1 Denis Shields2 



























where  a  repeat  can  be  excluded  if  the  expected  level  of 
variability is likely to be too low to be detected.
P18. Candidate Gene Analysis of the 21q22 Bipolar 




A  genome-wide  scan  for  linkage  in  60  bipolar  disorder 




marker,  D21S1446,  12Kb  upstream  of  S100B  identified 
it as a candidate susceptibility gene. S100B is a calcium-
binding,  astrocytic  protein  that  exhibits  neurotrophic  and 
neurodegenerative  effects.  Serum  S100B  protein  levels 
are increased in schizophrenic and bipolar patients and a 






The  association  increased  in  significance  when  restricted 
to families with psychotic traits, suggesting that S100B is 
a  susceptibility  factor  for  psychosis. The  location  of  the 
associated variants within the promoter and 3’ UTR suggests 
that they may directly affect expression of S100B. The results 
of  the  single-  and  multi-marker  association  tests  will  be 
presented in addition to association analyses of TRPM2, a 
21q22 candidate gene previously associated with BPAD. 
P19. The Use of the Gene Dossier in the UK
Fiona J Stewart (on behalf of the UK Genetic Testing Network)














The  gene  dossiers  are  assessed  by  the  Gene  Dossier 
Committee which is a multidisciplinary group and a decision 
is made on whether the dossier can be accepted.  
We feel that this model enables decisions about particular 
genetics tests to be made in a timely, robust and transparent 
manner without the enormous resource implications of full 
scale health technology assessments. 